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METHODS: This was a prospective study of 41 patients (age range: 18 to 80 years) undergoing retrograde intrarenal surgery (RIRS) for renal lithiasis (mean stone size: 15.3 mm AE 7.2 mm). We classified injuries of the renal papilla as Randall's plaque, tubular calcification, or papillary crater. The renal calculi were classified as uric acid, calcium oxalate monohydrate, calcium oxalate dihydrate, or calcium phosphate. A 24 h urine analysis of calcium, oxalate, citrate, and pH was performed in all patients.
Each papillary endoscopically injury was analyzed and correlated with the type of stone and urine chemistry. Fisher's exact test and Student's t-test were used to determine the significance of differences. A p-value below 0.05 was considered statistically significant. RESULTS: The most common injury was tubular calcification (78%), followed by Randall's plaque (58%) and papillary crater (39%). There was no significant relationship between Randall's plaque with the type of stone. However, there were significant relationships between the type of stone and intratubular calcification (p [ 0.025) and papillary crater (p [ 0.041), in that COD and calcium phosphate stones were the most common types in both groups. There was also a significant relationship between the papillary crater and hypercalciuria (p [ 0,036) METHODS: Ninety-five pediatric patients with early-onset nephrolithiasis were suspected of having PH. DNA was extracted from patient's white blood cell. The whole exome sequencing was performed. We searched for AGXT, GRHPR and HOGA1 gene mutations in the patients and his parents. All coding regions, including exon, intron-exon boundaries, were analyzed using PCR followed by direct sequence analysis.
RESULTS: PH1, PH2 and PH3 were found in 7, 4 and 10 pediatric patients respectively. Among of PH3 patients, 8 were boys and 2 were girls, the mean age was 35 months.Three mutations not previously described in the literature about HOGA1 were identified (compound heterozygous or homozygous). The most commonly mutation was seen in 6 patients, which was a guanine to adenine substitution of the last nucleotide of exon (c.834G>A). One patient with PH3 was also found to have the mutation of ADCY10 gene at the same time. In addition, three SNPs were found in these family (c.812G>A, c.952C>T and c.811C>T).
CONCLUSIONS: This is the largest cases reporting PH3 mutations in Asian families. Three novel HOGA1 mutations were found in associated with PH3, and c.834G>A was the most commonly seen mutation of PH3 in Chinese pediatric patients with kidney stones. Future investigation in Chinese pediatric populations, especially cases with PH3 genotype and phenotype, are highly needed.
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